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ELOVL4 gene
ELOVL fatty acid elongase 4

Normal Function

The ELOVL4 gene provides instructions for making a protein that is found primarily in
the retina, the specialized light-sensitive tissue that lines the back of the eye.
Specifically, the ELOVLA4 protein is produced in the retina's light-sensing cells (
photoreceptors). The ELOVLA4 protein is also found in the brain and skin, but less is
known about its activity (expression) in these structures.

Inside photoreceptors, this protein is located in a cell structure called the endoplasmic
reticulum that is involved in protein production, processing, and transport. The ELOVL4
protein plays a role in making a group of fats called very long-chain fatty acids. The
protein helps add carbon molecules to long-chain fatty acids, making them very long-
chain fatty acids. The function of the very long-chain fatty acids produced by the
ELOVL4 protein is unknown.

Health Conditions Related to Genetic Changes

Stargardt macular degeneration

A few variants (also called mutations) in the ELOVL4 gene have been found to cause
Stargardt macular degeneration. These variants create a premature stop signal in the
instructions used to make the ELOVLA4 protein. This causes the protein to form clumps (
aggregates) in the endoplasmic reticulum of photoreceptors. These aggregates cannot
make very long-chain fatty acids and may interfere with cell functions, ultimately leading
to cell death. The loss of photoreceptors causes progressive vision loss in people with
Stargardt macular degeneration.

Age-related macular degeneration

MedlinePlus Genetics provides information about Age-related macular degeneration

Other Names for This Gene

« elongation of very long chain fatty acids (FEN1/Elo2, SUR4/Elo3, yeast)-like 4
» elongation of very long chain fatty acids protein 4
* ELOV4_HUMAN
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Additional Information & Resources

Tests Listed in the Genetic Testing Registry

* Tests of ELOVL4 (https://www.ncbi.nlm.nih.gov/gtr/all/tests/?term=6785[geneid])

Scientific Articles on PubMed

* PubMed (https://pubmed.ncbi.nim.nih.gov/?term=%28ELOVL4%5BTIAB%5D %29+
AND+%28%28Genes%5BMH%5D%29+0OR+%28Genetic+Phenomena%5BMH%5D
%29%29+AND+english%5Bla%5D+AND+human%5Bmh%5D+AND+%22last+2520
+days%22%5Bdp%5D)

Catalog of Genes and Diseases from OMIM

* ELONGATION OF VERY LONG CHAIN FATTY ACIDS-LIKE 4; ELOVLA4 (https://lo
mim.org/entry/605512)

Gene and Variant Databases

* NCBI Gene (https://www.ncbi.nlm.nih.gov/gene/6785)
* ClinVar (https://www.ncbi.nlm.nih.gov/clinvar?term=ELOVL4[gene])
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The ELOVL4 gene is found on chromosome 6 (https://medlineplus.gov/genetics/chromo
some/6/).
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